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[eHeTnYHI cTaHU: BUBYEHHS ayTOCOMHO-peuecmnBHOro ycnagkyBaHHA
(Genetic conditions: Learning about autosomal recessive inheritance)

[eHn — Ue IHCTPYKLUIT, SIKi BKasyloTb BalLIOMY OpraHiaMy, ik po3BuBaTmUCA M PyHKLioHyBaTU. BoHU cxoxi
Ha peuenT neunBa abo KpecneHHs GyanHKY.

Y Bac € aBi konii Mamxe KoxHoro reHa. OgHa konist NoxoanTb i3 ANLEKNITUHWY, a iHWa — 3i
crnepmarosoiga, Wwo Bac chopmMyBanu. ICHYIOTb TUCAYI FeHIB, BaXITMBUX AN 300POB’S.

Y BCiX Hac € BiAMIiHHOCTi B HalLMX reHETUYHUX IHCTPYKUINAX, SIKi pobnaTb Hac BigMiHHUMK OOHE Big
ogHoro. Mu HasnBaemo e BapiaHTamu. baraTo i3 umx BigMiHHOCTEN HE CMPUYUNHSIIOTD XXOAHUX Npobrnem
3i 300poB’aMm. Ix HasmBatoTb AobposikicHAMK BapiaHTamu. Ane iHo4i pi3HMUSA B HAWNX reHETUYHMUX
IHCTPYKLISIX MOXe cnpuunHnT npobnemu 3i 3gopos’siM. Lli BigMiHHOCTI Ha3MBalOTb NaToreHHMMKn abo
XBOPOOOTBOPHNMM BapiaHTaMu. [€HETUYHI 3aXBOPHOBAHHS MOXYTb BUHUKATK MO-Pi3HOMY, 30Kpema
AKLLO Y Bac € naToreHHu BapiaHT B 060X KONisiX BaXXNMBOro reHa.

AyTOCOMHO-peLiecuBHe ycnaaKyBaHHS

(Autosomal recessive inheritance)

AyTOCOMHO-peLecuBHe ycrnaaKyBaHHsS — Lie OAWH 3i cnocobiB, y AKUN reHETUYHUIA CTaH MOXEe BUHUKaTH
" nepefasaTtucs Bif 6aTbkiB 4O AUTUHU. TepMiH ayTOCOMHMI O3Ha4ae, WO CTaH MoXe BpaxaTtun byab-
KOro, He3anexHo Big reHgepy 4v ctaTi. TepMiH peL,eCMBHUIW 03Havae, WO AN PO3BUTKY NEBHOMO CTaHy
obunagi Konii reHa NOBMHHI MaTW NAaTOrEHHU BapiaHT.

Mpn ayTOCOMHO-peLecBHUX CTaHax, SKLLO Y Bac € nuile ogHa Konisi reHa 3 naToreHHM BapiaHToM,
BV He MaeTe Lboro ctaHy. Lle HasmBaeTbcs ByTn Hociem. [1nsa GinbLIOCTi reHiB Le He Hece 3arpo3u Ans
300pOB’s, ane o3Hadvae, WO BN MOXETE nepenaTu NaToreHHU BapiaHT CBOIM AiTAM.

AyTOCOMHO-peLeCUBHiI CTaHU

(Autosomal recessive conditions)

IcHye BaraTto pi3HMX ayTOCOMHO-pELEeCUMBHMX CTaHIB, SIKi MOXYTb BNAMBATU Ha Halle 340POB’A Ta
pO3BUTOK. AYyTOCOMHO-PELIECUBHI CTaHM MOXYTb BAIMBATWN Ha Nogen Ha pPidHMX eTanax iXHbOrO XUTTS.
3anexHo Bifg CTaHy, 03HaKN MOXYTb OyTK NPUCYTHI Nig Yac BariTHOCTi abo HAPOMKEHHS, Y AUTUHCTBI,
nigniTkoeomy abo Jopocnomy Bili. AyTOCOMHO-PELIECMBHI CTaHN MOXYTb MO-Pi3HOMY BMAMBATK Ha
nogen 3 ogHiei cim’i.

[eHeTMYHe TECTYBaHHSA Ha ayTOCOMHO-PELIECUBHI CTaHM MOXe ByTn JOoCTynHUM abo Hi. 3aranom
reHETMYHE TECTYBAHHA MOXE pO3rnsgaTucs Angd niogen i3 o3Hakamm Ta CuMnToMamm Lboro ctaHy. Lle
Ha3NBaETbLCA AiarHOCTUYHUM FreHETUYHUM TECTYBaHHAM. [eHeTuYHe TeCcTyBaHHS TakoX MOXe
pos3rnagaTtucs, [KLWo Y Bac € cCiMernHa iCTopis ayTOCOMHO-PELIECUBHOMO CTaHy N BU XOYETE Oi3HATUCS, YK
MOXe Balla AUTUHa ycrnaaKyBaTu Lie 3axBoploBaHH4. Lle HasnBaeTbCs reHeTUYHUM TeCTYBaHHAM HOCIIB.
leHeTMYHe TeCTyBaHHA HOCIA 3a3BUYai NPOBOAUTLCA NuLle Ans gopocnux ctaple 18 pokis. Le
NoB’A3aHOo 3 TUM, LLIO OISl HOCIIB HEMaE MeanYHMX BTpyYaHb, TOMY TECTYBaHHS 3a3BU4an He NOTPiOHO
NpPoOBOOUTM B ANTUHCTBI.

AK ayTOCOMHO-peLeCUBHI CTaHM nNepeaarTbesA Big 6aTbKiB A0 AUTUHMU
(How autosomal recessive conditions are passed down from parent to child)

AKLWo oAuH i3 GionoriyHux 6aTbKiB Ma€ Lien cTaH, a iHLWUNA He € HOCIEM

AKLWO OAVH i3 GaTbKiB Mae ayTOCOMHO-PELIECUBHUI CTaH, TO B HbOMO € 2 KOMii reHa 3 NaToreHHNM
BapiaHTOM. AKLLO iHLWKMI i3 6aTbKiB HE € HOCIEM LibOro CTaHy (He ypaXkeHuin), y HbOro € 2 Korii Toro
camoro reHa 6e3 natoreHHoro BapiaHTa. [1ig Yac KoXHOT BariTHOCTI AUTUHA oTpuMye No 1 reHHin konit
3 KOXXHOT napu reHiB cBoix BionoriyHmMx GaTbKiB.
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Lle o3Hauae, Wo nig Yac KOXHOI BariTHOCTI, KON OAWH i3 6aTbkiB Mae ayTOCOMHO-pELIECHBHE
3axBOPHOBaHHS, a iHLWWIN HE € HOCIEM LIbOro CTaHy, AUTMHA ycrnagkoBye 1 reHHy KOrMito 3 NaToreHHUM
BapiaHTOM i 1 reHHy konito 6e3 naToreHHoro BapiaHTa. [JutuHa Gyage HOCIEM LUbOro CTaHy, ane ue He
BNMBaTUME Ha Hei.

YpakeHun oanH HeypaxeHuin oguH
i3 6aTbKiB i3 6aTbkiB

- -

OuTtuHa OuTtnHa OuTtuHa OuTtuHa
-HOCIN -HOCIN -HOCiN -HOCIN

Akwo obuaBa 6ionorivyHi 6aTbKkn € HociIAAMKU
Akwo obuasa 6aTbKkM € HOCIAMM TOrO CaMOro ayTOCOMHO-PELLECMBHOIO CTaHy, KOXXeH Mae no 1 konii
reHa 6e3 naToreHHOro BapiaHTa Ta 1 Konito reHa 3 NaToreHHMM BapiaHTOM.

Lle o3Havae, Lo nig Yac KoXHOI BariTHOCTI, koni 0buaBa 6aTbku € HOCIIMU O4HAKOBOIo ayTOCOMHO-
peuecuBHOrO CTaHy, iCHye:

e 134 waHcis (abo 25%), wo anTnHa ycnaakye 2 konii reHa 6e3 naTtoreHHoro BapiaHta
(HeypaxeHa). BoHa He MaTuMe Lien CTaH i He Byae Noro HocieMm.

e 1i32 waHcis (abo 50%), wo anMTrHa ycnagkye 1 konito reHa 6e3 natoreHHoro BapiaHTa m 1
Komito reHa 3 naTtoreHHnm BapiaHToM. BoHa Byae HocieM LIbOro CTaHy.

e 134 waHcis (abo 25%), Wwo auTnHa ycnagakye 2 Konii reHa 3 natoreHHUM BapiaHTOM. 3anexHo
BiJ CTaHy, y Hel MOXe pPO3BMHYTUCb ayTOCOMHO-PELIECMBHE 3axBoptoBaHHA abo byne
NigBULLEHNA PU3UK PO3BUTKY LIbOrO CTaHy.

FeHeTUYHI CTaHW: BUBYEHHA ayTOCOMHO-PELIeCUBHOIO yCrnaaKyBaHHsA
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OpawuH i3 6aTbkiB OpauH i3 6aTbkiB
€ HOCieM € HOCIieEM
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HeypaxeHa [OuTtuHa OuTtunHa YpaxeHa
OUTUHA -HOoCIn -HOCIn OUTUHA
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AKLWo oauH i3 GionoriyHux 6aTbKiB € HOCIEM, @ iIHLLIUWA — Hi
AKWo oanH i3 6aTbkiB € HOCIEM ayTOCOMHO-PELIECUBHOTO CTaHy, TO BiH Mae O4Hy KOMito reHa 3

NnaTtoreHHUM BapiaHTOM. AKLLO iHLWWUA — HEe € HOCIEM (HE YpaXXeHUNn), TO B HbOro HeMae naToreHHUxX
BapiaHTiB AN LbOro CTaHy.

Lle o3Hauvae, Lo nig Yac KoXHOI BariTHOCTI, KONW OAuWH i3 6aTbKiB € HOCIEM, @ B iHLLOrO HEMAa€E TaKoro
CTaHy, icHye:

e 1i32 waHcis (abo 50%), wo anMTrHa ycnagkye 1 konito reHa 6e3 natoreHHoro BapiaHTa i 1
Konito reHa 3 naTtoreHHUm BapiaHToM. BoHa Byae HocieM LIbOro CTaHy.

e 132 waHcie (abo 50%), wo anTnHa ycnaakye 2 konii reHa 6e3 naToreHHoro BapiaHta
(HeypaxeHa). BoHa He MaTuMe Lien CTaH i He Byae Noro HocieMm.

OpuH i3 6aTbkiB HeypaxeHun oguH
€ HOCieM i3 6aTbKiB

-
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HeypaxeHa  [OutuHa OutnHa  HeypaxeHa
OnTrHa -HOCIN -HOCIn AnTuHa

[eHeTnYHI cTaHU: BUBYEHHA adyTOCOMHO-peLecnBHOro ycnagkyBsaHHA
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BaTbKn He MOXYTb KOHTPOJIIOBATU, AKi reHN nepenaroTbCs IXHIM QiTaAM
(Parents cannot control what genes are passed on to their children)
HasiBHICTb reHeTUYHOro 3axBOptOBaHHsSI ab0 HAPOMKEHHST AUTUHN 3 TEHETUYHMM 3aXBOPIOBAHHAM He
CMPUYUHEHE HiYUM i3 TOrO, Lo NoAMHA YM BaTbku 3pobunm 4m He 3pobunu. Pusmnk ycnagkyBaHHSA
ayTOCOMHO-PELIECMBHOIO 3aXBOPIOBAHHA TaKOX He 3anexXuTb Bif:

e cTaTi OaTbkiB 800 ANTUHU;
e TOrO, SIKUN i3 OaTbKiB Mae NaTOreHHWI BapiaHT;
e YCbOro, Wo 6aTbKo Yn matm pobunm go abo nig 4Yac BariTHOCTI;

e pesynsraTy nonepenHboi BaritTHOCTI (YCi BariTHOCTi MK TUMM caMUMK NI0AbMU MaTUMYTb
OOHaKoBI WaHcK ycnagkysaty abo He ycnaakyBaTu ayTOCOMHO-pPELLECMBHE 3aXBOPIOBAHHS).

FeHeTU4YHe KOHCYNLTYBaHHS

(Genetic counselling)

AKWo y Bac € 3anvMTaHHSA WoA0 ayTOCOMHO-peLIECUBHUX 3aXBOptOBaHb abo TMNy ycnagkyBaHHS,
3BEPHITLCA 40 CBOET MEANYHOT KOMaHaMW.

[eHeTMYHe KOHCYNbTYBaHHA AOCTYMNHe ANg ocib i3 reHeTUYHUM 3aXBOPIOBAHHAM, AKi MOXYTb ByTu B
rpyni pusnky abo mMatoTb CiMenHy iCTOPit0 ayTOCOMHO-PELLECUBHOIO CTaHy. [eHEeTUYHUIN KOHCYNbTaHT
MOXe NnepernaHyTH Bally ciMelnHy iCTopito, BapiaHTU reHETUYHOIO TECTYBAHHA Ta CKPUHIHT, a TakoxX
OOMNOMOrTU CiM'aAM | OKpeMMM 0cobaM aganTyBaTUCs OO AiarHo3y. 3anuTanTe y CBOrO Jikapsi, Y MOXe
BaM ByTu KOPUCHE HanpaBneHHSA Ha reHETUYHE KOHCYIbTYBaHHS.

LLlo6 oTpumaTu Linoao6oBy KOHCYNLTaLil0 MeaAcecTpu 1 3aranbHy iHopmadiko Woao 340poB’s,
3aTtenedoHynTe Ha niHito niaTpnmkn Health Link Ha Homep 811.

OcTaHHin nepernsaa: 25 nuctonaga 2024 poky

ABTOp: IIporpama kiiniunoi Ta Metabomiunoi reneruku (Clinical and Metabolic Genetics Program), Alberta
Health Services

Llen matepian He 3aMiHIOE KOHCYNbTALLO KBanicikoBaHOro daxisLsa B ranysi OXopoHu 300poB’s. BiH npusHadeHui
nvwe Ansg 3aranbHOro 03HaOMIIEHHS 1 HAJAETbCA 3a NpUHUUNOM "sK €, ge €". MNMonpu Te, wo 6yno goknageHo
BCiX pO3yMHMX 3ycunb AN NigTBepAXeHHsA TOYHOCTI iHpopmauii, cniBpobiTHukM Alberta Health Services He gatoTb
YKOOHWX 3aneBHeHb abo rapaHTii, SBHUX, HESIBHUX abo nepeabadeHnx 3akOHOM, LOAO TOYHOCTI, HAiAHOCTI,
MOBHOTW, 3aCTOCOBHOCTI TaKoi iHdpopmauii 4n il npuaaTHOCTI Ans neeHoi meTu. CniBpobiTHMKKM Alberta Health
Services KaTeropn4yHo BigMOBNAOTLCA Bif Oyab-sKOi BiANOBIAANbHOCTI 3@ BUKOPUCTAHHS LMX MaTtepianis, a Takox
3a BCi NpeTeHsii, Aii, BuMorn abo no3oBwu, L0 BUHUKAKOTb YHACiAOK TaKOro BUKOPUCTaHHSI.
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